We report a case of Alstrom's syndrome with hypothyroidism in addition to the cardinal features of blindness, deafness, obesity, and insulin dependent diabetes meflitus. The parents were first cousins once removed which strengthens the case for autosomal recessive inheritance.
vision from early childhood with photophobia and nystagmus, and attended a school for the blind from the age of 5 years. She was of short stature and obese. Hearing was poor from the age of 10 and bilateral hearing aids were worn from the age of 12. Dark areas of skin in the axillae and groin were noted at 13 years of age, and over the teenage years she developed thickened pads on the knees and elbows. When aged 22, glycosuria was noted and a glucose tolerance test showed a diabetic profile. She was initially controlled on diet alone but later required oral hypoglycaemic agents. At 23 years she complained of persistent fatigue together with a dry skin and was found to be hypothyroid: T4 52 nmol/l (65-140), free T4 8-1 pmol/l (9-23). A TRH test (200 rtg) showed a basal TSH of 4 mU/l (0-4-4-0) with an exaggerated TSH response at 20 minutes (40 mU/l) and at 60 minutes (34 mU/1), compatible with secondary hypothyroidism owing to a hypothalamic or pituitary defect. She was Figure I Pedigree showing consanguinity. Radiological skeletal survey showed hyperostosis frontalis interna, squared iliac bones, and increased angulation of both femoral heads.
The parents had no eye complaints or hearing loss and had normal visual acuity and ocular examination. ERG showed normal rod and cone responses, and audiometry and glucose tolerance testing were also normal in both parents.
Discussion
The presence of blindness from an early age with a retinal dystrophy, profound sensorineural deafness, obesity, diabetes mellitus, and acanthosis nigricans led to the diagnosis of Alstrom's syndrome. BardetBiedl syndrome was excluded because of the normal intelligence and absence of polydactyly. Alstrom's syndrome is presumed to be autosomal recessive but in only two families has there been definite evidence of consanguinity, albeit comparatively distant: third cousins in one case' and fifth cousins in the other. 
